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後頭部の扁平 舌のはみだし 舌を突き出す；吸啜や嚥下の異常 乳児期の哺乳・摂食障害 下顎の突出
大きな口，間隙の空いた歯 頻回の流涎 噛んだりもぐもぐする動作の過剰 斜視
家族に比較して皮膚や髪，眼球の色が薄い；欠失を持つ症例においてのみ認められる 下肢深部腱反射の亢進
歩行中に腕を持ち上げ曲げる 熱に対する感覚過敏 睡眠障害 水を好み引き付けられる
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An Example of the Boy of Angelman Syndrome Diagnosed Starting with Chrmosome
G-band Analysis
Yoshihiro TODA, Masaaki TAKAOKA, Sato MATSUURA, Akiyoshi TAKAHASHI,
Maki URUSHIHARA, Tadanori NAKATSU, Tetsuya YOSHIDA
Division of Pediatrics, Tokushima Red Cross Hospital
The patient was a１９-month-old boy. A diagnosis of psychomotor retardation had been made previously. The
boy did not speak, was able to stand if there was something to hold on to and tended to be hyperactive. He
was however good-tempered and laughed frequently. In April ２００３, generalized tonic convulsion developed
during fever. At that time, he was carried urgently to our hospital and his convulsion was successfully
controlled by intravenous diazepam treatment. We suspected chromosomal aberration in this case on the basis
of his disease history and arranged a G-band test. The test revealed partial deletion of q１１-q１３ on chromosome
１５. Subsequent FISH allowed a definite diagnosis of Angelman syndrome. Angelman syndrome can be charac-
terized by severe psychomotor retardation, awkward manner of walking, tendency to autism, frequent laugh,
microcephaly, fair skin, epilepsy, etc. Its onset is considered to involve genomic imprinting. Since the minute
deletion responsible for this syndrome is often not detectable with a G-band test, an additional test using
FISH, etc., is often needed. However, our experience with the present case suggests that G-band analysis de-
serves to be tried if at a loss in diagnosing the condition of a given patient.
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